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Phacomatosis pigmentovascularis type IIa - Case report*

Facomatose pigmentovascular tipo IIa - Relato de caso 
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Abstract: Phacomatosis Pigmentovascularis is a rare syndrome characterized by capillary malformation and pig-
mentary nevus. A case of a 2-year-old patient is reported, who presented extensive nevus flammeus and an aber-
rant Mongolian spot, without systemic disease, manifestations that allow us to classify this case as type IIa
Phacomatosis Pigmentovascularis, according to Hasegawa's classification.
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Resumo: A Facomatose Pigmentovascular, síndrome rara, é caracterizada pela presença concomitante de malfor-
mação capilar e nevos pigmentares. Relata-se o caso de um paciente de dois anos de idade com malformação
capilar extensa e mancha mongólica aberrante sem comprometimento sistêmico, manifestações que o incluem no
tipo IIa na classificação da Facomatose Pigmentovascular, segundo Hasegawa.
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INTRODUCTION
Phacomatosis Pigmentovascularis (PPV) repre-

sents a rare cutaneous congenital malformation syn-
drome, characterized mainly by the presence of capil-
lary malformation and pigmentary nevi.1 Around  245
cases have been published since it was described in
1947. The present case describes a patient with type IIa
Phacomatosis Pigmentovascularis or cesioflammea.

CASE REPORT
We evaluated a male patient, 2 years and 5

months old, white, born full-term through vaginal
delivery, weighing 3330g. Apgar score was 9 at first
and fifth minutes. He presented since birth erythema-
to-violaceous spots on the face, anterior trunk and
upper and lower limbs that did not stop at midline
(Figures 1 and 2). Moreover, aberrant Mongolian
spots on the back, abdomen, buttocks and lower
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limbs (Figures 3 and 4) were noted. The lesions were
asymptomatic and did not change over time.

The child was not suffering from chronic disea-
ses and there was no history of parental consanguini-
ty or similar cases in the family. He was not taking
any medication. During the exam no alterations in the
neuropsychomotor development were observed and
the extremities were symmetrical, without atrophy or
hypertrophy signs in the soft tissues.

The opthalmic exam revealed Nevus of Ota on
the left, without criteria for diagnosis of glaucoma or
other anomalies (Figure 5). Laboratory  exams were
normal. Furthermore, bilateral head and orbital mag-
netic resonance imaging, total abdominal ultrasono-
graphy, electroencephalogram during sleep and vigil
and echocardiogram did not show alterations.
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DISCUSSION
Phacomatosis Pigmentovascularis was first

described by Ota, in 1947, as an association of dermal
melanocytosis with congenital vascular nevi, mainly
capillary malformation.2

It was classified by Hasegawa and Yasuhara
into four types according to the pigmentary lesion
associated with nevus flammeus and in 2003 a fifth
type was described, characterized by cutis marmorata
telangiectatica and dermal melanocytosis.3,4 Each type
was further subdivided according to the presence of
cutaneous-only manifestations (subtype a) or if asso-
ciated to systemic manifestations (subtype b), the
majority of which are ocular, vascular, skeletal and
neurological.5

86 Segatto MM, Scmitt EU, Hagemann LN, da Silva RC, Cattani CAS

FIGURE 1: 
Bilateral erythe-
mato-violaceous
spots on the face

FIGURE 4: 
Mongolian spot on
buttocks

FIGURE 2: 
Erythemato-vio-
laceous spots on
hand and right
forearm

FIGURE 3: 
Aberrant
Mongolian spot
on the dorsum

FIGURE 5: Nevus of Ota
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In 2005, Happle proposed a new simplified
classification into four groups, utilizing descriptive
terms: Phacomatosis Cesioflamea (association of the
nevus flameus and aberrant Mongolian spots or blue
nevus); Phacomatosis Spilorosea (coexistence of
Nevus Spilus and telangiectatic nevus, which for
Happle is different than nevus flameus);
Phacomatosis Cesiomarmorata (association of aber-
rant Mongolian spots or blue nevus with Cutis
Marmorata Telangiectatica Congenita) and
Phacomatosis Pigmentovascularis of non-classifiable
type.6 On this last classification, there is no subdivi-
sion between presentation with or without systemic
symptoms. Chart 1 synthesizes the two classifications.

Until now, about 245 cases have been reported,
the majority on Oriental patients. Type II is the most
frequently found, related or not to systemic symp-
toms. The most common association with extra cuta-
neous presentations is with the Sturge-Weber syndro-
me and with the Klippel-Trénauney syndrome, indivi-
dually or combined.7

In 2008, the Fernández-Guarino revision sho-
wed that 77% of the 222 cases of PPV described until
then were of type II or cesioflammea, of which around
60% presented systemic involvement. Series of 15 PPV
cases  presented similar percentages to previous series
regarding the distribution of presentations.5

The pathogenesis of PPV is not fully known yet,
but it is believed to be an abnormality in the develop-
ment of melanocytic nevus cells and vasomotor neu-
ral cells derived from the neural crest.3 The best accep-
ted genetic model to explain PPV is didymosis (twin
spots), a well known phenomenon in plants and ani-

mals. Didymosis is characterized by two areas of adja-
cent cutaneous lesions, formed by mutant tissues
which also differ from the normal surrounding tissue.

Dermal melanocytoses occur when fetal mela-
nocytes present a migration failure, from the neural
crest to the dermal basal layer. There are five types,
the Mongolian spot being the most frequent, followed
by blue nevus and Nevus of Ota. In Brazil, the
Mongolian spot has an estimated prevalence of 65% in
blacks and 52% in mixed ethnicities. The pattern of
inheritance is autosomal dominant and it is located on
the lumbar and gluteal areas, disappearing with age.
It is considered aberrant when it is on an ectopic site
(dorsum, shoulders, extremities and face). In this case,
it is generally extensive, may involve over 50% of
body surface and does not disappear with age. The
Nevus of Ota and the Nevus of Ito can be considered
aberrant Mongolian spots8

The vascular component is usually extensive in
PPV patients and, when compared with other capilla-
ry malformations, there are histopathological differen-
ces, like the presence of vasomotor neural cells and
prominent endothelial cells.8

The case reported presents manifestations that
classify it as type IIa, that is, extensive bilateral lesions
of capillary malformation and aberrant Mongolian
spots. To this day, the patient has not presented syste-
mic involvement. However, the importance of follow-
up should be emphasized, since systemic alterations
can become evident with time, changing the classifica-
tion and prognosis.

PPV without systemic involvement has a benign
course e does not require treatment. Nonetheless, due

CHART 1: Information about PPV classifications

Type Type Vascular lesion Pigmentary lesion
(according to Happle) (according to Hasegawa*)

(inexistent**) I Nevus flammeus Verrucous and pigmented nevus

Cesioflammea II Nevus flammeus ± anemic nevus Mongolian spot

Spilorosea III Nevus flammeus ± anemic nevus Nevus Spilus

Non-classifiable IV Nevus flammeus ± anemic nevus Mongolian spot, Nevus Spilus

Cesiomarmorata V Cutis Marmorata Telangiectatica Congenita Mongolian spot

* All subtypes, according to Hasegawa, are subdivided in types (a) or (b) – with and without systemic involvement, respectively
** According to Happle, the subtype I does not exist for there are no reported cases to this day
Source: Happle R. 20056 e Hasegawa Y, et al. 1985.3
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to the aesthetic impact, some procedures have been
considered in order to enhance the quality of life of
PPV patients, using pulsed laser light for treatment of
nevus flammeus and Q-switched laser for treatment of
pigmented nevi. The exact moment for the interven-
tion has also been discussed. Today it is suggested that
the combined laser treatment should be done in child-
hood, preferably before school age, to diminish the
extension of lesions to be treated and their effect on the
self-esteem of patients.9 q
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